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Keratosis Follicularis Spinulosa Decalvans in a Female Child with Low Intelligence, Motor Retardation, and Short Stature
Sir, Keratosis follicularis spinulosa decalvans (KFSD) is a rare genodermatosis characterized by follicular hyperkeratosis followed by inflammation leading to atrophy and scarring. It clinically manifests as progressive hair loss over scalp, eyebrows, and other areas along with follicular keratotic papules.
An
8-year-old female child borne out of nonconsanguineous marriage presented with progressive hair loss over scalp and eyebrows along with multiple pruritic follicular keratotic papules over most of the body part for the past 7 years. On physical examination, there were multiple skin-colored follicular keratotic papules over the eyebrows, scalp, neck, trunk, both upper and lower extremities [ Figure 1 ]. The skin lesions were associated with intense itching. Her scalp examination revealed complete loss of hairs except for a few tuft of hairs present over frontal region [ Figure 2 ]. Sparse hairs were present over eyebrows. Palms and soles were normal. Nails did not reveal any abnormality.
Her parents also complained of low intelligence and reduced motor skills. There was delayed achievement of developmental milestones. No other family members were affected.
Light microscopy of hair revealed no abnormality. Scalp biopsy revealed hyperkeratosis, acanthosis, parakeratosis, and reduction of hair follicles along with dense lymphocytic infiltration and focal fibrosis suggestive of scarring alopecia which confirmed the diagnosis [ Figure 3 ]. On anthropometric examination, she had short stature (102 cm) below the third percentile according to her age and sex having normal range of 128 ± 10 cm. On neuropsychiatric evaluation, she had an intelligence quotient of 62. Eye examination showed arcus juvenilis and no other abnormalities. Dental anomalies were evident with supernumerary teeth and retained deciduous teeth. KFSD was first described by Macleod [1] and the term KFSD was coined by Siemens in 1926. [2] It is a genetically heterogeneous disease. Most commonly it has X-linked mode of inheritance and the gene has been mapped to Xp21.2-p22.2. [3] It is believed to be due to the mutation of a particular gene membrane-bound transcription factor protease site 2. This leads to abnormal lipid homeostasis in the epidermis, abnormal epidermal differentiation, and defective barrier functions. [4] Autosomal dominant mode of inheritance has been noted. [5] Apart from that sporadic cases have also been described and theory of lyonization is proposed. [4, 6] Proper family history and appropriate workup are needed to rule out other close differentials such as IFAP syndrome (ichthyosis follicularis alopecia photophobia), lichen planopilaris, lichen spinulosus, and monilethrix. KFSD with psychomotor retardation has been described in a male child previously. [7] This is a unique case of KFSD in a female child who presented with short stature, reduced psychomotor ability, and dental abnormalities. It can be speculated that this presentation may be due to sporadic mutation from the process of lyonization described in the past.
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